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DYNAMIC BIOCHEMICAL TESTING IN THE PRELIMINARY DIAGNOSTIC 
EVALUATION OF PATIENTS WITH GLYCOGEN STORAGE DISEASE. 
F Bonnie i and G. Layson I Paedia tr ic Endocrine Uni t I 

University of Cape Town, South Africa. 

Rapid confirmation of the probable type of enzyme 
defect in patients with GSD is important to limit the 
number of tests, select the most usef ul tissue for biopsy 
and institute appropriate dietary mea s ures. Eleven 
children with GSD wer e in itially eva luated using t he 
screening procedures origina lly proposed by Fernandes. 
This algorithmic approach involves the study of·changes in 
blood g lucose, lactate and ketones during fasting, the use 
of lactate curves following oral hexose loads and the 
glycaemic response to glucagon in the fed and fasting 
states. An early tentative diagnosis of specific enzyme 
defects was possible in all children (5 with type lA, 2 
with type IB, 2 with type III, 1 with type VI & 1 with 
type IX) and later confirmed in most by direct enzyme 
assay. In a few the diagnosis could on ly be inferred from 
the dynamic studies in view of the parents 1 refusal of an 
invasive procedure. Preliminary screening with step-wise 
biochemical testing wa s useful in all our cases, It 
confirmed the presence of a metabolic defect, limited 
further unnecessary testing, yielded an early tentative 
diagnosis with rapid institution of appropriate dietary 
therapy and allowed us time to plan a confirmatory 
diagnostic procedure for direct enzyme assay, 
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Viscernl fnt nmount (VF) detc'ctc'd by comp'ilc'd Illmography (eT) ha s 
been reIn ted to obesity compliCill1ces in adults. Ethk-;Il reflsons ex clud e 
CT lise in children studies. Magnetic RCSOll i1n(L' IIl1 i1g ing (MRI) is il 

safe, not invasive technique suitable for body co mposition and [;"It 
dis tributio n anillysis eVl' 1l ill child ren. 
MRI (S.E. T1 300/200) wns performed nt lu mb", levl'1 (1.4) in 22 o lwSt, 
children (11 Ill,'les ,lilt! II feillales, I<IlIV 121 ·20S'k) ,1nd I 
normtllw cigh t children, <1.ged 10· 15 years. 
In contrnst to adults, in obese' children sUbcu t;"lIlL'DUS (,d (SF) \VilS 
prcdomini-Hll, about 55 to 75% o f total IA arc.1 . vr: r;)ngcd 10 to 15 !;1r; of 
SF, without differences regarding sex and pubcrlal stage. As morbidity 
ri sk index we evaluated visceral f<lt / inlrilbdo minfll a rea (VF/IA). 
Totnl ch o leste rol le ve l a nd in su lin response to OCTT were 
s ignifi ca n tly relaled to VF/IA (p<0.02 a nd p <0.05, resperlively), w hil e 
glucose response to OGTT, Ir iblyrL'r icil', I Il>A Ir levels and blood 
pressure were not. Our dntn suggest Ihat childhood ·obe'.ity is 

subcuti1neotls, without sex differences, even d.urin g 
puberty. However VF seem to be already r eIn ted to morbidity ris k. 
Follow up studies will clarify chnnges in fat distribution lendi ng to 
adull visceral poltern. 
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WEIGHT GAIN FOLLOWING PROLONGED REMISSION IN PATIENTS WITH 
ACUTE LYMPHOBLASTIC LEUKAEMIA. 
.M..lli.di... E Didcock', HA AL Oxilvy-Sluarl, JKII Walt.:\ ', DA und SM 
Dept. Christie Ilnspital UK."Thc University of Paediatrics 
Children's Hospital, Sheffietd, UK 'The Dept. of Chi ld Health, University Hospital, 
Nottingham, UK. 

There is 11 clinical impression thut who have rn..-en successfully treated for aCute 
Iymphohla"itic leukaernia(ALL) hccome oilese young A. retrospective analysis of the 
medical or DO in lin-I prolonged continuous remission from ALL who had 
reuched final height was perfonned. The body ma.'S index (B"-II) witS assessed at 
commencement or treatment (V 1), immediately after was completed (V2) , and at 
linal heiah( (V3). All patients were trea ted wi th standard UK rq:imen of 
combination cytotoxic chemotherapy and employing 1800 cGy or 2100·2500 cGy cranial 
irradiation ror CNS prophylaxis . mean 81\11 standard dcviUlinn sco re at VI, V2 Hnd V3 
for the groups were as follows. 
1800 cGy VI V2 
GIRLS -U.2(0.5) 0.4(1.1) 
BOYS -U.3(1.5) ·0.5(0.6) 
2100·2500 cGy 

V3 
0.8(1.0) 

·0.2(0.9) 
n=27 
n=27 

GIRLS ·0.2(1.2) 0.03(0.8) ·0. 1(0.8) 
DOYS 0.3(1.7) 0.2 (0.8) ·0.03(0.9) 
Statistical analysis was carried out Cfuploying a Friedmann's OlIn pJrametric two way analysis 
of yariance to assess the significance or the diITerence; . There U tendency to un increa5ie 
in BMI SDS in all four groups. However, this reached statis tical only in the 
who received 1800 cGy cranial irradiatinn.(p<O.005) The BMI in this did not reach 
levels defined as ohesity ror more frequenUy than in the genl'rul POpullition a. .. only 10% 
reached a value of 27. In trc.al l'd ror ALL do not bl,('omc 
more frequently than the gem'nd pupuhtlion. S79 

R. Zannolll. F. Chiarelli, G. Morgesc 
Department of Pediatrics. 
Unlvorslty ot Cllleil, 66100 Chlcli. lIoly 
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DISTRIBUTION OF BMIIN 2858 CHILDREN AGED 6·14. 

Preview: well-balanced body pronprtions characterizo good henlll1; welghl to height' ratio. 
usoawHlla power of 2 (8MI = kg/m ), is considered a good anthropometric Ind ex. Aim: to 
know data about the patlern 01 8MI distribution. Sample 2058 chlldron (1440/M·1418/F). 
aged 6·14 yeurs; data Cz>ll3ctcd III 1991. method: 1) calculation of values lor 
Body· Mass Index :n kg/m by elghl class of age 7as ll/;\TVaiies with age) and each sex; 2) 
calculation of Z-sco'e. using Ihe following formula: Z "" (0 . M)/SD on whiCh <;l .'5 tile 
observed welghl/hoight 2 Index. M Is Ihe median, SO Is S x M when S Is the coellicleni of 
varlallon; 3) division 01 Ihe sample for oach 01 Ihe eight class of age in seven Z-score 

.J .;: 
distribution data, according 10 the abovo method. lmvo been STlOwed In Iho figures. 
Discussion: tho data analyzed In this WD.Y show 110 evident problems of sovere "under' 
Sioutness conditions, bos!do to tt10 presence 01 severe "over' stouttlE7ss. ones. 
about Ihe analysis method : anthropometriC data are not often normally dIst ributed. tending to 
be skew usually wililihe right tail 01 the distribulion longer than the lelt. As the abov{3 method 
does not take in account the degree of skewness. the overweight condit ions could have been 
over·estlmated. Additional analysis in this way should bo undertaken. _______ , 
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METABOLIC AND ENDOCRINE DISORDERS IN CARBOHYDRATE 
DEFICIENT GLYCOPROTEIN SYNDROME. W. Bryanl MD , D 
Zimmerman, MD, and M. Patlerson, MD, Departmenl of Pediatrics and 
Seclion ofPedialric Neurology, Mayo Clinic, RocheSler, MN 55905, USA 

1.21 
>tJ 

Carbohydrate·deficient glycoprotein syndrome [CDGS] was recenlly 
described and includes acquired microcephaly. developmental delay, 
olivopontocerebellar alrophy, congenital hypotonia, progressive peripheral 
neuropalhy and retina l degeneration, failure to Ihrive, hepalic steatosis, skelelal 
abnormalities and lipodyslrophy. Secrelory glycoproleins are deficient in 
carbohydrate moities ; elevated levels of disialotransferrin and asialotransferrin 
arc diagnostic. Three patients with this condition manifest the following 

metabolic and endocrine disorders: 

Hypothyroidism + + ? 
TBG Deficiency + + + 
Hypocortisotemia ? + 
Cryplorchidism + nJa nJa 
Hypotriglyceridemia + + + 
Hypochcilesterolemia + + + 
Conciusions;(I) Mild primary hYPolhyroidism occures in CDGS; (2) TBG 
throxine binding is low in CDGS; (3) Cortisol levels may be low in CDGS, 
possibly from lowered affinilY of cortisol binding prolein; (4) CholeSierollevels 
are low in COGS, possibly because of increased hepatic removal. 
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FLUIDITY AND COMPOSITION OF PLASMA L1POPHOTEINS (PL) IN 
HYPERCHOLESTEROLEMIC CHILDRE:N 

£li!.r:g;; to evaluate possible changes In PL fluidity and 
composlUon in hypercholesterolemic c hildren. Patients & Methods; 
18 hypcrcholesterolcmlc children (mean total plasma cholesterol 
ITPC! 286 mg/ dL. SO 86.0). mean age 10.3 years (SD 2.0). nonnal 
weight (mean BMI 17. SO 2.0); 14 con trols (mean TPC 158.7 mg/ dL. 
SO 22.0). mean age 10.3 (SD 1.0). norma l weight (mean BM I 16. SO 
1.0). TPC In hypercholes terolemic children significantly highe r Ulan 
tn controls (p<O.OOI). Analysis of PI.. com position; study of LP 
l1uldity by l1uorescence polarizaUon (FP) of 1.6·diphenyl·1.3.5· 
h exatriene (OPH). Significa nt in crease of LDL·assoClated 
c holesterol (p<0.003) an d VLDL·assoc ia ted cholesterol (p<0.003) in 
hypercholesterolemic children comparecJ to controls ; FP values 
slgnIflcanUy higher In VLDL (p<O.OJ) and VLDL (p<O.OO I) of 
hype rcholestcro[e mic c hildre n compared to controls. Indicating 
lower LP fluid ity In pilticnts. Conclusions: our data s u ggcst carly 
changes In LP composlUon and nuldlty In hypercho lesterolem ic 
c hildren. 


	455

